December 2015, Vol. 105, No. 12 karyotype and 15 cells with a 46,XY karyotype. On echocardiography a small patent ductus arteriosus (PDA) with left-to-right shunting was detected. Ultrasound examination showed no renal anomalies.
The patient was referred for gynaecological treatment owing to the risk of development of malignant germ cell tumours. [1] Clitoral reduction and bilateral gonadectomies were performed and a pycnotic uterus was found. The right gonad had macroscopic features of a testis (Fig. 1) . Sections showed a fallopian tube, testicular tissue comprising prepubertal tubuli seminiferi with an interstitium with Leydig cell hyperplasia, and a small rim of ovarian stroma. On the left a streak gonad was found. Sections showed a transected fallopian tube, ovarian stroma, and tissue in keeping with an epididymus.
Growth hormone therapy was initiated with a good response. Female hormone replacement therapy is to commence when the patient reaches an acceptable height. She is awaiting definitive management of the PDA.
Patients with 45,X/46,XY mosaicism can share clinical features with Turner syndrome, including short stature and cardiac anomalies. [2, 3] PDA has rarely been described in association with 45,X/46,XY mosaicism.
[3] Recognition of this condition is important because of the risk of malignancy if the gonads are kept in situ.
[1] Patients with 45,X/46,XY mosaicism benefit from growth hormone therapy, similar to patients with Turner syndrome and as demonstrated in our patient. Recently her interests have focused on point-of-care testing and how it can be used to improve and integrate HIV and TB testing services in South Africa (SA). Natasha was also part of the National Priority Programme team responsible for the roll-out of the GeneXpert technology in SA.
